INTRODUCTION {#sec1-1}
============

Atrichia with papular lesions (APL) is a rare autosomal recessive form of irreversible alopecia characterized by papular lesions of keratin cysts on the body. It is characterized by hair loss within months after birth and development of keratin cysts over extensive areas of body.\[[@ref1]\] It is associated with mutation in the Zinc finger domain of the human hairless gene on chromosome region 8p12.\[[@ref2]\]

CASE REPORT {#sec1-2}
===========

An eleven-year-old male born of consanguineous marriage presented with complete alopecia over the scalp since the age of six months. He had scanty hairs over the scalp at birth but gradually lost all hair. He had sparse hairs over the eyebrow and eyelashes. He complained of multiple, raised lesions over the face and upper trunk for three years. There was no history of delayed milestones, hypohidrosis, bone pains, hearing loss, seizures or similar illness in family.

There was alopecia over the scalp, axillary and pubic area. Sparse hairs over the eyebrows and eyelashes were present \[[Figure 1](#F1){ref-type="fig"}\]. Multiple discrete, skin-colored, firm, papulo-nodular lesions, 0.5-1.0 cm in size were present over the face, neck, upper limb and trunk \[[Figure 1](#F1){ref-type="fig"}\]. His physical growth was normal according to age. Teeth, nail and mucosa were normal. He had no bony abnormalities and no systemic involvement. Blood counts, liver and renal profile was normal except increased alkaline phosphatase 1343.9U/l (Normal range: 0-258U/l). The Vitamin D~3~ levels (1,25 dihydroxy cholecalciferol) and parathormone levels measured by radioimmunoassay were 30.2 ng/ ml (normal:30-74 ng/ml) and 16 pg/ml (normal:12-72 pg/ ml) respectively. Radiographs of the wrist joint were normal. Differential diagnoses of alopecia universalis and vitamin D-dependent rickets were made. Biopsy from a papule over the trunk revealed multiple mid-dermal keratin cysts \[[Figure 2a](#F2){ref-type="fig"}\]. Biopsy from the scalp showed a few vellus follicles in the mid-dermis with sparse peri-follicular lymphocytic infiltrate and number of follicles were reduced. There were no terminal hairs and sebaceous glands \[[Figure 2b](#F2){ref-type="fig"}\]. Based on clinical and histopathological findings a diagnosis of APL was made.

![Multiple papular lesions over the face with alopecia of scalp, sparse hair over eyebrows](IJT-3-112-g001){#F1}

![(a) Histopathology of a papule over the back revealed multiple mid-dermal cysts containing keratinous material (arrow) (H and E, ×100) (b) Histopathology of scalp showed few vellus follicles in the mid-dermis with no terminal follicles (arrow) (H and E, ×100)](IJT-3-112-g002){#F2}

DISCUSSION {#sec1-3}
==========

APL is a rare, autosomal recessive form of alopecia with multiple keratin cysts. Patients are born with hair that falls and is never replaced. Zlotogorski *et al*., proposed diagnostic criteria for APL but later Yip *et al*., revised them \[[Table 1](#T1){ref-type="table"}\].\[[@ref3][@ref4]\] Histology shows infundibular portion of hair follicles, but the middle and lower portions are replaced by keratinizing cysts.\[[@ref5]\] No hair shafts are formed. The underlying disorder in APL is towards the end of the anagen phase of the hair bulb. Proximal inner and outer root sheath undergo premature massive apoptosis and disintegrate into cell clusters losing contact with dermal papilla.\[[@ref6]\] Mutations in the human hairless gene located on Chromosome 8p21.2 encoding a putative Zinc finger transcription factor have been studied.\[[@ref7][@ref8]\] Gene mutations for vitamin D receptor, causing vitamin D-dependent rickets, cause a similar clinico-histological phenotype.\[[@ref9][@ref10]\]

###### 

Diagnostic criteria for Atrichia with papular lesions

![](IJT-3-112-g003)

The patient met four out of five major criteria supplemented by minor criteria proposed for the diagnosis. We are reporting the case as it is a rare disorder commonly misdiagnosed as alopecia universalis resistant to treatment and wrongly treated with steroids with additional adverse effects. Vitamin D-dependent rickets should be ruled as it has similar clinical presentation and is treatable. Diagnosis of APL should be kept in mind in such presentations to avoid unnecessary treatment.
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